We report on a 22 year old mother, a carrier of a 6;14 balanced reciprocal translocation, who aborted a triploid conceptus carrying a similar translocation. We showed the maternal origin of this triploidy, after non-disjunction at meiosis I. The phenotypic expression as a non-molar pregnancy, the contribution of the maternal translocation, and possible aetiological factors of triploidy are discussed.
Triploidy arising from a first meiotic non-disjunction in a mother carrying a reciprocal translocation Louise Rochon, Michel J J Vekemans Abstract We report on a 22 year old mother, a carrier of a 6;14 balanced reciprocal translocation, who aborted a triploid conceptus carrying a similar translocation. We showed the maternal origin of this triploidy, after non-disjunction at meiosis I. The phenotypic expression as a non-molar pregnancy, the contribution of the maternal translocation, and possible aetiological factors of triploidy are discussed.
The presence of an additional haploid set of chromosomes (triploidy) is a condition occurring in about 1% of clinically recognisable pregnancies. The great majority of triploid conceptuses abort spontaneously. Only a very small number survives to term, presenting as abnormal infants who usually die in the immediate postnatal period. ' Triploidy may arise from various mechanisms including mitotic irregularities in germ cell precursors, lack of normal division in either the first or second meiotic division of either parent, or dispermy. In the series of Jacobs et al, l 78 triploids were informative as to their mechanism of origin: 57 (73%) had two paternal complements and 21 (27%) were maternally derived. Of the 21 digynic triploids, eight resulted from an error at meiosis I and 13 from an error at meiosis II.
Triploidy is not maternal age dependent but has been postulated to be associated with maternal coffee consumption at the time of conception. We report here an unusual case of triploidy associated with a reciprocal translocation of chromosomes 6 and 14 where both the extra haploid set of chromosomes and the translocation were maternal in origin.
Case report A 22 year old G5 P0 A4 woman was admitted at 8 weeks of gestation for threatened abortion. Her past medical history included irradiation for an unspecified blood disease and four previous abortions between seven and 12 weeks of gestation. After her third abortion, she was referred for genetic counselling and was found to be a carrier of a balanced reciprocal translocation with a 46,XX,t(6;14)(p23;q24) chromosomal complement.
The product of conception received in the pathology department was not hydropic on macroscopic examination. One representative section submitted showed decidua and one cluster of non-hydropic villi.
Fibroblasts grown for cytogenetic studies showed a triploid conceptus with a 69,XXY,t(6;14)(p23;q24) karyotype ( fig 1) . Comparison of the heteromorphic chromosomes 14 of both parents and the fetus showed that the extra haploid set of chromosomes resulted from a non-disjunction at meiosis I in the mother ( fig   2) . Studies of additional heteromorphic chromosomes indicated that chromosomes 13 and 21 also supported a maternal meiosis I origin.
Discussion
Triploidy accounts for 16 to 17% of chromosomally abnormal conceptuses.3 5 Most cases are paternally derived and dispermy has been found to be the most common mechanism involved.5 Digynic triploids (two sets of chromosomes contributed by the mother) account for 24 to 36% of the cases.' 3 6 In addition, two large series showed that in digynic triploids, errors in the second meiotic division are relatively more frequent than in the first one. 1 group.bmj.com on November 6, 2017 -Published by http://jmg.bmj.com/ Downloaded from studies are necessary to see whether the same conclusion could be drawn for at least some cases of triploidy, for example, those not owing to dispermy.
The pathological correlation of triploidy with partial hydatidiform mole is well established. 14 Cytogenetic studies have shown that in triploid partial moles, the extra haploid set is almost always of paternal origin, and that in non-molar triploids the extra set is of maternal origin.' In addition, two tetraploid partial hydatidiform moles have been reported which could have resulted from trispermy or from fertilisation by one diploid and one haploid spermatozoa. '5 Since these tetraploid cases also provide unequivocal morphological examples of partial moles, the genetic element which is causally related to a molar, complete or partial, phenotype is the excess of the paternal over the maternal haploid contributions.'5 This relates to the proposed hypothesis of genomic imprinting, where the maternal and paternal genomic contributions are not equivalent functionally. Experiments in which activated murine eggs were variously reconstituted with exogenous male and female pronuclei pointed to some dependence of the extraembryonic tissues, notably trophoblast, on the paternal genome, while maternal genes are apparently necessary for the development of the embryo proper. '6 Our case was macroscopically non-hydropic and microscopic examination showed mostly decidua with a cluster of non-hydropic villi. This was expected, as the maternal chromosomal contribution exceeded the paternal one.' 17 Triploidy has been suggested to be associated with maternal irradiation and coffee consumption. 
